Introduction
Noonan's syndrome is a rare disorder, often considered to be a variant of Turner (Figure 1 ). 
Investigations
Routine haematology and biochemistry, a chest radiograph and electrocardiogram proved normal. A buccal smear showed the chromatin postive pattern of a normal female, and chromosomal analysis demonstrated the normal female karyotype of 46 XX.
Cardiac catheterization revealed a normal pulmonary artery pressure with a small gradient across the pulmonary valve, consistent with mild valvular pulmonary stenosis. M-mode and two-dimensional echocardiography were normal with no evidence of aortic coarctation. Pure tone audiometry confirmed the presence of mild bilateral sensorineural deafness.
Discussion
Noonan originally described a series of nineteen patients"2 and Summitt subsequently reviewed 260 published and personally observed cases,5 which delineated a syndrome with the following characteristic clinical features: a distinctive facial appearance with a broad forehead, hypertelorism, a flat nasal bridge, low set ears with widely spaced nipples, pectus excavatum, short stature, infantilism and cryptorchidism. Congenital heart defects are frequently found, the most common being pulmonary valvular and infundibular stenosis. The condition is thought to be inherited as an autosomal dominant trait and near relatives may show partial expression of the typical features.
The ocular abnormalities previously described in Noonan's syndrome include hypertelorism, epicanthic folds, ptosis, proptosis, slanting palpebral fissures, keratoconus, posterior embryotoxin, myopia and strabismus.2' 5, 6 However, the ocular abnormalities associated with Turner's syndrome are many and diverse7'8 and since the phenotypic features of the two diseases are identical and Noonan's syndrome was first described 23 years after Turner's syndrome, it is clearly possible that many of the ocular features described in the earlier papers on Turner's syndrome, might actually apply to Noonan's syndrome which had not been verified genotypically. However, despite this proviso colobomata have not been described in either Noonan's or Turner's syndrome. Our patient presented with many of the characteristic phenotypic features of Turner's syndrome. However, the presence of a normal female chromosomal karyotype and pulmonary valve stenosis strongly favour the diagnosis of Noonan's syndrome. '`5 Colobomata of the retina were first described by von Ammon,9 and are characteristically inherited as an autosomal dominant trait with incomplete penetrance.'°Colobomata usually occur alone as isolated defects but may rarely be one facet of a variety of syndromes of multiple congenital abnormalities; fundal colobomata are sometimes associated with chromosomal abnormalities, particularly trisomies 13 and 18. " Recently colobomata have been described in association with microphthalmia, dysplastic external ears, mental retardation and congenital heart disease." However, to our knowledge this is the first report of the association of colobomata with Noonan's syndrome. We hope this report will encourage both ophthalmologists and cardiologists to recognize this syndrome and its implications at an earlier stage and so provide optimum management for their patients.
